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A 22-year-old Caucasian man was referred for nephrolithiasis.
Episodes of low back pain started at age 12, when bilateral
calculi and cysts were detected by renal ultrasound. His
phenotype was complex, including cognitive disability, visual
impairment due to rod–cone dystrophy, primary hypogonad-
ism, and post-axial foot polydactyly. In the past 10 years he had
several lithotripsy sessions, serum creatinine level increased
from 0.6 to 1.2 mg/dl, and hypocitraturia was detected.
Previously obese, at age 18 he presented with significant weight
loss and abdominal lymphadenomegaly, splenomegaly, and
thrombocytopenia. A lymph node biopsy showed non-specific
inflammation, requiring surveillance for a lymphoproliferative
disorder. Nephrolithiasis recurrence, in turn, required an
endourologic procedure that revealed bilateral, diffuse infun-
dibular stenosis and partially removed the calyceal and pelvic
calculi and corrected the stenosis (Figures 1 and 2).
Bardet–Biedl syndrome (BBS) is a rare developmental
disorder that exhibits clinical and genetic heterogeneity. This
patient presented all six primary diagnostic features for BBS:
rod–cone dystrophy, polydactyly, learning disabilities, hypo-
gonadism, renal anomalies, and obesity prior to his con-
sumptive disorder. To date 15 BBS genes have been identified,
encoding proteins involved in primary cilia stabilization and
chaperonin-like molecules. BBS genes can also be associated
with Meckel, Joubert, and McKusick–Kaufman syndromes.
BBS inheritance is not strictly autosomal recessive; clinical
manifestations of some forms require recessive mutations
in one of the disease loci plus an additional mutation
in a second locus. This mechanism is known as ‘triallelic
inheritance’.
Infundibular stenosis is defined as a narrow infundibulum
leading to a dilated or nondilated calyx. It can be focal, but
when diffuse and/or bilateral other kidney and urinary
tract abnormalities may coexist, and syndromes such as
Beckwith–Wiedemann and BBS should be considered. In this
patient, nephrolithiasis is likely ascribed to urine stasis
secondary to severe obstruction at the infundibula, although
his mild hypocitraturia could be a contributor.
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Figure 1 |Right kidney ascending pyelography. Several points
of infundibular stenosis and calyceal dilatation, as well as pelvic
dilatation, are observed. Left, the arrow points to severe
infundibular stenosis at the middle calyx before the procedure.
Right, the arrow indicates reversal of the infundibular stenosis
following the holmium:yttrium–aluminum–garnet laser procedure.
Figure 2 | Endoscopic image of stenotic infundibulum in the
middle calyx of the right kidney. Left, before the procedure.
Right, after the holmium:yttrium–aluminum–garnet laser
procedure.
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